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WccneposaHne PesynbTar KoMMeHTapwi

'eH MEFV u.m. CM.KOMM. O6Hapy»eH natonornyeckuii reHotun MEFV: reteposnrotHas MyTaums

p.M680I (rs28940580), reTepo3unroTHas MyTaums p.V726A

(rs28940579).

[MpoBoannock uccneagoBaHe Ha npeameT BbiSB/IEHUS nepMOﬂ,quCKOVI

60ne3Hu.
Pe3ynbTaT npunaraeTcs Ha OTAe/IbHOM 6/1aHKe.

BHuMaHve! B 3n1eKTpoHHOM 3K3eMnnspe 6naHKa Ha3BaHWe nccneaoBaHus COAEPXUT CCbIJIKY Ha CTpaHuUy

caiTa http://www.invitro.by/c onucaHnem uccnenoBaHus.
Pe3ynbTaThbl MCCNeAoOBaHMI He ABNSIOTCA AMArHO30M, HeobxoanMa KOHCyNbTauums cneumanucra.

M.. / Noanuck Bpaya
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https://www.invitro.ru/analizes/for-doctors/1048/7673/
http://www.invitro.ru/
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OIIMCAHUE

[TanmmenT o6cnenoBan B HezaBucumoit naboparopuu « MTHBUTPO» nHa Hanuuue
yacTeix MyTanuil B rene MEFV. Tect No7012:

Ilepuoanyeckas 60j1€3Hb
(Familial Mediterranean Fever; FMF
OMIM #249100)

[Tepuoanueckas 0ose3nsb - (ApmsHckas 6one3Hs win Cemelinas
CPeIU3EeMHOMOpPCKas JUXO0PAKa) - HACIEACTBEHHOE ayTOCOMHO - PEIIECCUBHOE
3a0oneBaHue, o0ycioBieHHOe MyTalusaMu B rene MEFV.

I'en MEFV xoaupyet 6e510k MapeHOCTpHH (MMUPHUH), KOTOPBII y4acTBYET B
PETYISIIIH BOCTIATUTEIBHBIX TIPOIECCOB.

B 3aBucHMMOCTH OT KIIMHUYECKUX MTPOSBIICHUH BBIIEIAIOT ABa TUIIA 3a00JIEBAHNUS.
Tun 1 — xapakrepuzyeTcst NepuoAUYECKUMHU IPUCTYIaMU JINXOPaAKH, OOJIIMU B
XKUBOTE, TPYJAHOM KJIETKE, CycTaBax (peLMIMBUPYIOIINE CEPO3UTHI), U
OTHOCHUTEJIbHO YaCThIM Pa3BUTHUEM aMHJIOU103a [TOYEK.

Jliig Tuna 2 — XxapakTepHO pa3BUTHE aMUJION]103a, KaK €JUHCTBEHHOIO MTPU3HAKa
3a00JIeBaHUA.

Bcerpedaercs nepuoanueckast 0071€3Hb MPEUMYIIECTBEHHO Y HAPOIHOCTEH, TPEIKH
KOTOPBIX Kuju B 0acceitne CpenuzeMHOro Mopsi (apMsiH, eBpeeB - cedapios,
apaboB), B 6 % cilydaeB y JIMIl OCTaJbHBIX HAIIMOHAJILHOCTEH.

[Ipoananu3upoBaH Ir'eH:
X MEFV

Ko TecTa Ha38aKME TECTS EQMHMUE  PedapeHTHEL SHAYGHHR Pa3yNLTaT TECTE
MM
FOEFL =] TR He ofHapy=eHo OfHapymay
LR TAIEMHIMOPCEAR AATONWSSCEDND PEHOTHIE CATENOTHYSCERA
NHXOD3EKES reHa MEFV [EHOTHO MEFY:

[ETELDSMIOTHAR
MYyTALWA [.MEBDI
[r2E3405E0]
TETEQ0EHIOTHER
MYTIURA B NTIES
[re2&340573].

B pesynbrate wuccinenoBanuss B reHe MEFV o0HapyskeH MaToJIOrMYEeCKUi
TE€HOTHUII: reTepo3uroTHas myrtauus p.V726A (rs28940579) u rerepo3urotHas
myTanus p.M6801(rs28940580).

['enorun p.V726A / p.M680L.

Takum 00pa3oM, BBISIBICHHBIA MOJIEKYJISIPHO — F€HETHUYECKUM METOJOM T'€HOTHUII
TOBOPHT B I10JIb3Y IEPUOANYECKOMN OOJIE3HHU.
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VYuuThiBas pe3yiabTaThl MPOBEIECHHOTO 00CIEA0BAHMS, PEKOMEHIYETCS:
1. KoHcynbTanus TepareBTa.
2. OyHas KOHCYJbTallMs Bpaya — FTeHETHKA.

3. O6cnenoBanue OMMKAUIINX POJCTBEHHUKOB HA HOCUTEIHCTBA MyTallMil B TEHE
MEFV.

[Tpu HEOOXOMMMOCTH TOYYCHUS JOTIOTHUTEIBHOW WH(POPMAIIUH PEKOMEHTYETCSI
O4YHAasi KOHCYJIbTAIlUS Bpaya - FTCHETUKA.
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